SUMMARY The clinical and laboratory findings of a patient with juvenile acid maltase deficiency are presented. The patient died from respiratory muscle weakness at age 31 years. Muscle biopsy shortly prior to his death showed remarkable vacuolation affecting exclusively type I fibres and mild myopathic changes of both types of muscle fibres, while the muscle biopsy at age 26 years had shown no evidence of acid maltase deficiency.
Hers' found that the disease which was originally described by Pompe2 was due to deficiency of acid maltase, a lyososomal enzyme which hydrolyses both 1,4 and 1,6 a-glycosidic linkages. The invariably fatal infantile type2 is characterised by cardiomegaly, hepatomegaly, macroglossia and flaccid weakness. Milder forms of acid maltase deficiency, presenting as myopathy, have been observed in children and adults2-6 and may be confused with muscular dystrophy or polymyositis. The biochemical basis for the different clinical manifestations of all these forms is obscure.
This report describes an unusual case of acid maltase deficiency.
Case report A male physician, unmarried, had no neuromuscular disease or consanguinity in the family and both parents, one brother and two sisters were healthy. Early development was normal. The patient was never able to play or run like other children and he tired easily. At 
